
Belgian Genetic Tests database

DISEASE:
Craniometaphyseal dysplasia

NAME: Craniometaphyseal dysplasia

DESCRIPTION:
Craniometaphyseal dysplasia (CMD) is a very rare genetic bone disease characterized by progressive 
diffuse hyperostosis of cranial bones causing facial dysmorphism and functional repercussions, and 
metaphyseal widening of long bones.

ORPHACODE: 1522

XREF(S):

Orphanet
ICD-10
OMIM
OMIM

ANALYTE(S):
ANKH
GJA1
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RELATED CONTENT

Related Genetic Tests 

Cataract (gene panel)

Related Laboratories 

Centrum Medische Genetica - UZ Gent

Related Analytes 

ANKH inorganic pyrophosphate transport regulator
gap junction protein alpha 1

Related Gene Panels 

Cataract - UGent
test
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